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Supplementary Table 2. NGS analysis results 

NGS ID Patient ID 

SNV/INDEL result 

CNV result, 

No. of variants 
No. of 

benign 

variants 

Other variants except benign variants 

Total 

No. 

No. of variants in the genes of  

Category B and C group 

No. of variants in the 

genes of Category A 

group 

SNU-1 UD_1 1146 5 

 3 VUS (1 PAH [Het], 1 ACSF3 

[Het], 1 PGAM2 [Het])  

 1 LB (1 TCN2 [Het]) 

1 LP (1 ETFDH [Het]) 1 P (1 ETFDH [Het]) 

SNU-2 CD_1 1157 10 

 7 VUS (1 PAH [Het], 1 HAL 

[Het], 1 MYO15A [Het], 1 AGXT 

[Het], 1 TG [Het], 1 POLAH 

[Het], 1 GATA1 [Het]) 

 1 LB (1 ILDR1 [Het]) 

2 P (2 MUT [Het]) ND 

SNU-3 UD_2 902 8 

 6 VUS (1 ALPL [Het], 1 MAT1A 

[Het], 1 FAH [Het], 1 MLYCD 

[Het], 1 TPO [Het], 1 GLB1 

[Het]) 

 1 LB (1 CDH23 [Het]) 

1 LP (1 ACADS [Hom]) ND 

SNU-4 CD_2 1074 8 

 2 VUS (1 PYGL [Het], 1 TG 

(Het]) 

 4 LB (1 OTOF [Het], 1 ACAD9 

[Het], 1 IDUA [Het], 1 OXCT1 

[Het]) 

2 LP (2 MAT1A [Het]) ND 

SNU-5 UD_3 1167 12 

 8 VUS (1 CPT2 [Het], 1 CDH23 

[Het], 1 SLCO1B1 [Het], 1 

MYO15A [Het], 1 GALK1 [Het], 1 

JAK3 [Het], 1 TG [Het], 1 

ALDOB [Het]) 

 3 LB (1 PCDH15 [Het], 1 CASR 

[Het], 1 LIAS [Het]) 

1 P (1 IVD [Hom]) ND 

SNU-6 UD_4 1098 11 

 8 VUS (1 MTHR [Het], 1 LIPA 

[Het], 1 GALK1 [Het], 1 PAX8 

[Het], 1 PCCB [Het], 1 CFTR 

[Het], 1 TG [Het], 1 OPLAH 

[Het]) 

 2 LB (1 PCDH15 [Het], 1 HPD 

[Het]) 

1 LP (1 ETFDH [Het]) 1 P (1 ETFDH [Het]) 

SNU-7 CD_3 994 10 

 5 VUS (1 DUOX2 [Het], 1 APOB 

[Het], 2 PRODH [Het], 1 ARSA 

[Het]) 

 3 LB (1 CASR, 1 SCL6A19, 1 TG) 

2 LP (2 GALNS [Het]) ND 

SNU-8 CD_4 1013 4 
 2 VUS (1 NKX2-5 [Het], 1 ASL 

[Het]) 
2 P (2 GALNS [Het]) ND 
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SNU-9 UD_5 938 7 

 6 VUS (1 MYO7A [Het], 1 LIG4 

[Het], 1 NAGLU [Het], 1 GAMT 

[Het], 1 STK4 [Het], 1 PRODH 

[Het]) 

1 P (1 IVD [Hom]) ND 

SNU-10 CD_5 963 11 

 6 VUS (1 NAGLU [Het], 1 GAA 

[Het], 1 GAMT [Het], 1 STK4 

[Het], 1 PRODH [Het], 1 OXCT1 

[Het])  

 4 LB (1 ACAT1 [Het], 1 GBA 

[Het], 1 MPI [Het], 1 APOB 

[Het]) 

1 P (1 IVD [Hom]) ND 

SNU-11 CD_6 979 14 

 8 VUS (1 DUOX2 [Het], 1 

MYO15A [Het], 1 OTOF [Het], 1 

HGD [Het], 1 HYAL1 [Het], 1 

LMBRD1 [Het], 1 CFTR [Het], 1 

PHKA1 [Het]) 

 4 LB (1 MPI [Het], 1 MYO15A 

[Het], 1 TCN2 [Het], 1 SLC6A8 

[Het]) 

1 P (1 GAA [Het]) 

1 LP (1 GAA [Het]) 
ND 

SNU-12 CD_7 960 15 

 1 LP (1 POR [Het]) 

 9 VUS (1 MYO15A [Het], 1 SGSH 

[Het], 1 SLC7A9 [Het], 1 APOB 

[Het], 1 PRODH [Het], 1 

UGT1A1 [Het], 1 AASS [Het], 1 

PGAM2 [Het], 1 ATP7A [Het]) 

 3 LB (1 MAT1A [Het], 1 ACAD9 

[Het], 1 MUT [Het]) 

2 P (2 GAA [Het]) ND 

SNU-13 CD_8 1005 11 

 1 LP (1 ACADVL [Het] 

 3 VUS (1 APOB [Het], 1 HADHA 

[Het], 1 LHX3 [Het]) 

 5 LB (1 GJB3 [Het], 1 APOB 

[Het], 1 PRODH [Het], 1 SLC2A2 

[Het], 1 ALDOB [Het]) 

2 P (2 GAA [Het]) ND 

SNU-14 CD_9 1040 14 

 1 P (1 ATP7B [Het]) 

 5 VUS (1 CDH23 [Het], 1 MPI 

[Het], 1 MYO15A [Het], 1 ETHE1 

[Het], 1 APOB [Het])  

 6 LB (1 CDH23 [Het], 1 AGL 

[Het], 1 PCCA [Het], 1 ATP7B 

[Het], 1 GAA [Het], 1 SLC6A19 

[Het]) 

2 P (2 GBA [Het]) ND 

SNU-15 UD_6 924 8 

 6 VUS (1 PCDH15 [Het], 1 IVD 

[Het], 1 ETFA [Het], 1 MCCC1 

[Het], 1 MMAA [Het], 1 POR 

[Het])  

 1 B (1 ATRX [Het]) 

1 LP (1 MAT1A [Het]) ND 

SNU-16 UD_7 1019 7 

 5 VUS (1 SMPD1 [Het], 1 LIG 4 

[Het], 1 FOXN1 [Het], 1 APOB 

[Het], 1 DDC [Het]) 

 1 LB (1 HPD [Het]) 

1 LP (1 ASL [Het]) 1 P (1 ASL [Het]) 
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SNU-17 UD_8 1000 15 

 10 VUS (1 LDHA [Het], 1 PC 

[Het], 1 SLCO1B3 [Het], 2 

DUOX2 [Het], 1 SGSH [Het], 1 

ETFDH [Het], 1 CFTR [Het], 1 

TG [Het], 1 LHX3 [Het]) 

 4 LB (1 ABCC2 [Het], 1 PCDH15 

[Het], 1 MYO15A [Het], 1 ETFB 

[Het]) 

1 P (1 PCCB [Hom]) ND 

SNU-18 CD_10 995 7 

 3 VUS (1 AGL [Het], 1 SMPD1 

[Het], 1 IDUA [Het]) 

 3 LB (1 APOB [Het], 1 ACAD9 

[Het], 1 GLB1 [Het]) 

1 LP (1 ACADS [Hom]) ND 

SNU-19 UD_9 958 14 

 10 VUS (1 PCDH15 [Het], 1 

CDH23 [Het], 1 MTHFR [Het], 1 

PC [Het], 1 PAH [Het], 1 GAA 

[Het], 1 UGT1A1 [Het], 1 TG 

[Het], 1 HPRT1 [Het], 1 TAZ 

[Het]) 

 2 LB (1 ACAD9 [Het], 1 SLC2A2 

[Het]) 

1 P (1 SLC22A5 [Het]) 

1 LP (1 SLC22A5 [Het]) 
ND 

SNU-20 UD_10 978 8 

 7 VUS (1 MYO7A [Het], 1 

ALDOA [Het], 1 TAT [Het], 1 

APOB [Het], 1 AGXT [Het], 1 

ILDR1 [Het], 1 NADK2 [Het]) 

 1 LB (1 LIG4 [Het]) 

ND ND 

Abbreviations: VUS, variants of uncertain significance; LB, likely 

 




